1. DISEASE CHARACTERISTICS 1.1 Name of the disease (synonyms) WAGR syndrome; Wilms tumor, aniridia, genitourinary anomalies and mental retardation syndrome; chromosome 11p13 deletion syndrome.
1.2 OMIM# of the disease 194072.
1.3 Name of the analyzed genes or DNA/chromosome segments WT1, PAX6.
OMIM# of the gene(s)
607102 (WT1), 607108 (PAX6).
Mutational spectrum
Breakpoints differ in individual cases, but the minimum deletion involves both PAX6 and WT1, which are B700 kb apart in the distal half of band 11p13.
Analytical methods
FISH, array CGH, MLPA, high-resolution cytogenetics may identify larger deletions and chromosomal rearrangements. Expert advice should be sought if an etiology is not identified. 1,2
Analytical validation
Analyze known non-deleted and deleted cases in parallel as controls to show that reagents used for FISH, array CGH and MLPA are working well.
1.8 Estimated frequency of the disease (Incidence at birth ('birth prevalence') or population prevalence):
Rare, with only a few hundred cases reported. 
Which options in view of lifestyle and prevention does a person at risk have if no genetic test has been done (please describe)?
An individual with sporadic aniridia should undergo screening for Wilms tumor by renal ultrasound and urinalysis every 3 months until 6 years and daily caretaker abdominal examination. Renal disease should be screened for by annual blood pressure and urinalysis for proteinuria beginning in early adolescence and through adulthood. There is also risk for gonadoblastoma (see 2.5 above). 8 3.3 Genetic risk assessment in the family members of a diseased person (To be answered if in 1.10 'C' was marked) There are rare instances of familial recurrence of WAGR syndrome due to inherited chromosomal rearrangements or submicroscopic WAGR deletions. Parents and all at-risk relatives (determined by pedigree analysis) should be evaluated for a WAGR-associated chromosomal rearrangement or sub-microscopic deletion. 9, 10 3.3.1 Does the result of a genetic test resolve the genetic situation in that family? Yes. Gonadoblastoma requires surgical treatment (see 2.5 above). Obesity and its complications are common.
Special education and behavioral management (including interventions for autism) are frequently required for cognitive impairment. 6, 7 No &
Yes 2
Therapy (please describe)
Ultrasound screening for Wilms tumor allows for early diagnosis and therefore decreased treatment toxicity. See other management below.
